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TET2 gene

tet methylcytosine dioxygenase 2

Normal Function

The TET2 gene provides instructions for making a protein whose function is unknown.
Based on the function of similar proteins, researchers believe the TET2 protein is
involved in regulating the process of transcription, which is the first step in protein
production. Although this protein is found throughout the body, it may play a particularly
important role in the production of blood cells from hematopoietic stem cells. These
stem cells are located within the bone marrow and have the potential to develop into
red blood cells, white blood cells, and platelets. The TET2 protein appears to act as a
tumor suppressor, which is a protein that prevents cells from growing and dividing in an
uncontrolled way.

Health Conditions Related to Genetic Changes

essential thrombocythemia

Some gene mutations are acquired during a person's lifetime and are present only in
certain cells. These changes, which are called somatic mutations, are not inherited.
Somatic mutations in the TET2 gene have been identified in a small number of
people with essential thrombocythemia, which is a condition characterized by high
numbers of platelets in the blood. Platelets are the blood cells involved in blood
clotting.

TET2 gene mutations alter the TET2 protein in different ways; however, all of them
appear to result in a nonfunctional protein. The role these mutations play in the
development of essential thrombocythemia is unknown.

polycythemia vera

Somatic mutations in the TET2 gene are associated with polycythemia vera, a
disorder characterized by uncontrolled blood cell production. These mutations are
thought to result in a nonfunctional protein. Mutations in this gene have been found
in approximately 16 percent of people with polycythemia vera. It is unclear what role
these mutations play in the development of polycythemia vera.

primary myelofibrosis

Somatic mutations in the TET2 gene are associated with primary myelofibrosis. This
condition is characterized by scar tissue (fibrosis) in the bone marrow, the tissue that



produces blood cells. It is unclear what role the TET2 gene mutations play in the
development of primary myelofibrosis.

other disorders

Somatic TET2 gene mutations are also associated with certain types of cancer

of blood-forming cells (leukemia) and a disease of the blood and bone marrow
called myelodysplastic syndrome. These mutations are thought to result in a
nonfunctional TET2 protein. A loss of TET2 protein in hematopoietic stem cells may
lead to uncontrolled growth and division of these cells. Researchers are working to
determine exactly what role TET2 gene mutations play in the development of bone
marrow disorders.

Chromosomal Location

Cytogenetic Location: 4924, which is the long (q) arm of chromosome 4 at position 24

Molecular Location: base pairs 105,145,875 to 105,279,803 on chromosome 4 (Homo
sapiens Annotation Release 108, GRCh38.p7) (NCBI)
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Other Names for This Gene

FLJ20032

KIAA1546

MGC125715

probable methylcytosine dioxygenase TET2

probable methylcytosine dioxygenase TETZ2 isoform a
probable methylcytosine dioxygenase TETZ2 isoform b
tet oncogene family member 2

TET2_HUMAN

page 2


https://www.ncbi.nlm.nih.gov/gene/54790
https://www.ncbi.nlm.nih.gov/genome/tools/gdp

Additional Information & Resources

Educational Resources

Cancer Medicine (sixth edition, 2003): Tumor Suppressor Genes
https://www.ncbi.nlm.nih.gov/books/NBK13751/#A22514

Scientific Articles on PubMed

PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28TET2%5BTIAB%5D%29+AND
+%28%28Genes%5BMH%5D%29+0OR+%28Genetic+Phenomena%5BMH%5D
%29%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last
+1800+days%22%5Bdp%5D

OMIM

TET ONCOGENE FAMILY, MEMBER 2
http://omim.org/entry/612839

Research Resources

Atlas of Genetics and Cytogenetics in Oncology and Haematology
http://atlasgeneticsoncology.org/Genes/TET21D40597ch4q24.html

Clinvar
https://www.ncbi.nlm.nih.gov/clinvar?term=TET2%5Bgene%5D

HGNC Gene Symbol Report
http://www.genenames.org/cgi-bin/gene_symbol_report?g=data/
hgnc_data.php&hgnc_id=25941

NCBI Gene

https://www.ncbi.nlm.nih.gov/gene/54790

UniProt
http://www.uniprot.org/uniprot/Q6N021
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